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Gonadal dysgenesis BMP15 (Xp11.22) 300510 (D) 
Testicular DSD FGF9 (13q12.11) 600921 (AD:dup) (Single case description) 
Gonadal dysgenesis FOXL2 (3q22.3) 608996 (AD) (Blepharophimosis, epicanthus 
inversus and ptosis, types I and II) 
Testicular DSD NR2F2 (15q26.2) 615779 (AD) (Congenital heart defects, 
congenital diaphragmatic hernia, blepharo. 
phimosis.ptosis.epicanthus inversus 
syndrome)  
1) Gonadal dysgenesis 
2) Ovotesticular DSD   
3) Testicular DSD 
1) NR5A1 (9q33.3)  
2)  NR5A1 (9q33.3) (p.Arg92Trp) 
3) NR5A1 (p.Arg92Trp) 
612964 (AD) 
617480 (AD) 
 
Gonadal dysgenesis NUP107 (12q15) 607617 (AR) (described in consanguineous 
family; other phenotypes with nephrotic 
syndrome) 
Ovotesticular DSD RSPO1 (1p34.3) 610644 (AR) (Palmoplantar hyperkeratosis, 
squamous cell carcinoma of skin)  
1) Ovotesticular DSD 
2) Testicular DSD 
SOX3 (Xq27.1) 313430 (XL:dup) 
1) Ovotesticular DSD 
2) Testicular DSD 
SOX9 (17q24.3) 278850 (AD:dup) 
Ovotesticular DSD or testicular 
DSD 
SOX10 (22q13.1) 609136 (AD:dup) (Waardenberg and 
Hirschsprung syndromes, peripheral 
neuropathy) 
1) Ovotesticular DSD 
2) Testicular DSD 
SRY (Yp11.2) 400045 (T) 
1) Ovotesticular DSD 
2) Testicular DSD 
WNT4 (1p36.12) 158330 (AD) 
611812 (AR): SERKAL (sex reversal 
dysgenesis of kidneys, adrenals and lung) 
syndrome, lethal when biallelic 
*$%&'+("

)
#
	&,-	 
P.GD ARX (Xp21.3) 
300215 (XL:D) (Lissencephaly, epilepsy, 
intellectual deficiency) 
P.GD ATRX (Xq21.1) 300032 (D:del) (intellectual deficiency, =.
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thalassemia) 
Ovaries or C.GD  CBX2 (17q25.3) 613080 (AR) 
C.GD or P.GD DAX1 (NR0B1) (Xp.21) 300018 (XL:dup) 
C.GD or P.GD DHH (12q13.12) 
233420 / 607080 (AR/AD) (minifascicular 
neuropathy) 
C.GD or P.GD DMRT1 (9p24.3) 602424 (AD:del) (with or without intellectual 
deficiency) 
P.GD EMX2 (10q26.11) 600035 (AD:del) (intellectual deficiency, 
kidney agenesis) 
C.GD or P.GD ESR2 (14q23.2.q23.3) 601663 (biallelic and monoallelic) 
C.GD or P.GD FGFR2 (10q26.13) 176943 (AD) (cranyosinostosis) 
C.GD or P.GD GATA4 (8p23.1) 
615542 (AD) (with or without congenital 
heart disease) 
C.GD HHAT (1q32.2) 605743 (AR)  (Single familial case 
description) 
(Short stature, generalized chondrodysplasia, 
muscle hypertophy, myopia, intellectual 
deficiency) 
C.GD or P.GD MAP3K1 (MEKK1) (5q11.2) 613762 (AD) 
C.GD or P.GD NR5A1 (9q33.3) 612965 (AD) / (AR)  
(rarely primary adrenal failure, 
hypogonadotropic hypogonadism)  
C.GD or P.GD SOX9 (17q24.3) 114290 (AD) (campomelic dysplasia) 
C.GD or P.GD SRY (Yp11.2) 400044 (D) 
C.GD or P.GD TSPYL1 (6q22.1) 
608800 (AR) (sudden infant death with 
dysgenesis of the testes, SIDDT syndrome) 
Ovaries or ovotesticular DSD 
or C.GD  
WNT4 (1p36.12) 603490 (AD:dup) 
 
P.GD 
 
WT1 (11p.13) 
607102 (AD) 
1) 194072 (del 11.p13: WAGR syndrome) 
2) 194080 (inactivation: Denys.Drash 
syndrome) 
3) 136680 (splicing: Frasier syndrome) 
C.GD or P.GD or ovotesticular 
DSD 
ZFPM2 (FOG2) (8q23.1) 
616067 (AD) (with or without congenital 
heart disease) 
C.GD or P.GD ZNRF3 (22q12.1) 
612062 (AD)  
.$%&''("

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CAH with 3β.hydroxysteroid 
dehydrogenase type 2 
deficiency 
HSD3B2 (1p12) 201810 (AR)  (Adrenal and gonadal 
deficiency) 
CAH with 21.hydroxylase 
deficiency 
CYP21A2 (6p21.33) 201910 (AR) (Adrenal deficiency) 
CAH with 11β.hydroxylase 
deficiency 
CYP11B1 (8q24.3) 202010 (AR) (Adrenal deficiency) 
P450.oxidoreductase 
deficiency 
POR (7q11.23) 
201750 (AR) (Antley.Bixler syndrome, 
craniosynostosis ±) 
Aromatase deficiency CYP19A1 (15q21.2) 613546 (AR) (maternal and foetal 
virilization) 
Oestrogen insensitivity ESR1 (6q25.1.q25.2) 
615363 (AR) (Overgrowth, osteoporosis, 
polycystic ovary syndrome)  
Glucocorticoid insentivity GR" (NR3C1) 5q31.3 615962 (AD) (Hypertension) 
$$%&'+("


#
"
"##" 
Abnormal LH LHB (19q13.33) 228300 (AR) (bioinactive LH) 
LH/CG insensitivity  LHCGR (2p16.3) 238320 (AR) (Leydig cell aplasia, 
hypoplasia) 
7.dehydro.cholesterol 
desmolase deficiency  
DHCR7 (11q13.4) 270400 (AR) (Smith.Lemli.Opitz syndrome) 
STAR deficiency (Lipoid 
CAH) 
1) Classical form 
2) Non.classical form 
STAR (8p11.23) 201710 (AR) 
1) Adrenal and gonadal deficiency 
2) Adrenal deficiency  
CAH with cholesterol 
desmolase deficiency  
CYP11A1 (15q24.1) 613743 (AR) (Adrenal and gonadal 
deficiency) 
CAH with 3β.hydroxysteroid 
dehydrogenase type 2 
deficiency 
HSD3B2 (1p12) 201810 (AR) (Adrenal and gonadal 
deficiency) 
 
1) CAH with combined 
17=hydroxylase/17,20.lyase 
deficiency 
2) Isolated 17,20.lyase 
deficiency 
CYP17A1 (10q24.32) 202110 (AR)  
1) CAH + Hypertension + gonadal deficiency 
 
2) Gonadal deficiency 
P450.oxidoreductase 
deficiency 
POR (7q11.23) 201750 (AR) (Antley.Bixler syndrome) 
Cytochrome b5 deficiency CYB5A (18q22.3) 250790 (AR) (methemoglobinemia type IV) 
17β.hydroxysteroid.
dehydrogenase type 3 (17.
keto.reductase) deficiency 
HSD17B3 (9q22.32) 264300 (AR) (Gonadal deficiency) 
5α.reductase type 2 deficiency SRD5A2 (2p23.1) 264600 (AR) 
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Backdoor steroidogenesis 
deficiency  
AKR1C2 (10p15.1) 
AKR1C4 (10p15.1)  
614279 (AR)   
DSD with DHT deficiency and apparent 
17,20.lyase deficiency + normal CYP17A1 
and SRD5A2 
Androgen insensitivity: 
Complete (CAIS) 
Partial (PAIS) 
AR (Xq12) 300068 / 312300 / 300633 (XL) 
X.linked hypospadias  MAMLD1 (CXOrf6) (Xq28) 300758 (XL) (Hypospadias) 
Isolated hypospadias ATF3 (1q32.3) 603148 (AD ??) 
Cryptorchidism INSL3 (19p13.11) 219050  (AD) 
Cryptorchidism RXFP2 (LGR8/GREAT/GPR106) 
(13q13.1) 
606655  (AD ??) 
/$%&'+("

-0
"


 
Persistent Müllerian duct 
syndrome type I  
AMH (19p13.3) 261550 (AR) 
Persistent Müllerian duct 
syndrome type II 
AMHR2 (12q13.13) 
 
261550 (AR) 
%$%&''(" 0

 
MURCS (Müllerian Aplasia, 
Renal aplasia, Cervico.thoracic 
somite abnormalities) 
syndrome 
MRKH (Mayer.Rokitansky.
Küster.Hauser) syndrome, 
types I and II 
Müllerian Aplasia and 
hyperandrogenism 
multigenic 
 
CNV at 17q12, 1q21.1, 22q11.21, 
Xq21.31 
 
WNT4 (1p36.12) 
601076 
 
277000  
 
158330 (AD) 
Hand.foot.uterus syndrome HOXA13 (7p15.2) 140000 (AD) 
 
DSD=Different Sex Development; C.GD=Complete Gonadal Dysgenesis; P.GD=Partial Gonadal Dysgenesis; 
CAH=Congenital Adrenal Hyperplasia. 
D=Dominant; AD=Autosomal Dominant; AR=Autosomal Recessive; XL=X.linked; T=Translocation; 
Dup=Duplication; Del=Deletion; ??=unknown; CNV= Copy Number Variation.  
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